We present 2 cases of likely rare event. In case 1, 3 rd degree consanguineous marriage revealed inv(6) with same break points in parents who were found to be phenotypically normal. The same inv(6) being inherited in progeny but presented with low AMH (anti Mullerian hormone) and high level of FSH (follicular stimulating hormone)
Cases Report
Here we present 2 unusual familial cases which were presented at Lilac Insights cytogenetics department. For both cases, PHA (phytohaemagglutinin -M form) stimulated lymphocyte cultures were set up for 72 h in RPMI1640 medium with 10% heat inactivated fetal bovine serum (FBS South American Origin). The stimulated cultures were arrested using Colchicine (10 µg/ml) after 69 th hour and fixed cells were obtained after hypotonic treatment using 0.56% KCl (potassium chloride) and three fixative washes. The slides were GTG (Giemsa-trypsin-Giemsa) banded and observed for chromosome analysis using Carl Zeiss, Metasystem software, (Germany).
Case 1
Chromosome analysis for a 21 year old progeny from 3 rd degree consanguineous marriage adult female with menses not attained, revealed a karyotype of 46,XX,inv(6)(p21.3q25) ( Fig. 1 ).
Parental karyotype was recommended based on the findings from progeny and it was established that the marriage type was 3 rd degree consanguineous.
The parents were found to be intelligent, healthy, fertile and normal civil human beings. Parental chromosome analysis revealed exactly similar inversion as it was found in the progeny; 46,XX,inv(6)(p21.3q25) and 46,XY,inv(6)(p21.3q25) (Fig. 2, 3 ) respectively for mother and father. We that where an autosomal recessive syndrome is existing in a clan or community at high incidence consanguinity is certainly implicated.
